Variable expression in Pfeiffer syndrome SUMMARY A female infant with Pfeiffer syndrome (acrocephalosyndactyly V) is presented. Her mother has no limb malformations, but has craniofacial features which strongly suggest that she is also affected, although more mildly.
This family indicates that wide intrafamilial variation of Pfeiffer syndrome is possible and suggests that without detailed investigation mildly affected subjects can remain undiagnosed, which may lead to erroneous genetic counselling.
In 1964, Pfeiffer' described a family in which eight subjects in three generations had a syndrome consisting of craniosynostosis, broad thumbs and big toes, and partial soft tissue syndactyly of the hands and feet. Vertical transmission of the trait, and the fact that males and females were equally affected, supported an autosomal dominant mode of inheritance. Because of the close phenotypic similarity to the Apert syndrome, Pfeiffer reported this family as having a mild form of that syndrome. However, in pedigree studies, no transition from one type to the other was observed. The syndromes are recognised by most investigators as separate entities,2 although recent reports3 4 have cast doubt on this conclusion.
We report a girl with typical Pfeiffer syndrome whose mother has abnormalities limited to the cranium and face, suggesting she is mildly affected.
